Femoral hypoplasia-unusual facies syndrome (FHUFS) (MIM 134780)' is characterised by bilateral, mostly asymmetrical, femoral hypoplasia with variable lower limb shortening and non-specific facial dysmorphism. Maternal diabetes mellitus has been found to be associated with a substantial proportion of FHUFS cases, while polydactyly, particularly the preaxial type, represents an unusual trait, documented in only five reported cases of the syndrome. 25 Here, we report a case of bilateral asymmetrical lower limb hypoplasia, mainly rhizomelic, with other facial/physical anomalies, large penis, absent right tibia, bifid right big toe, and associated maternal diabetes. The phenotype described in the present report seems to fit in the severe end of the spectrum of FHUFS. The significance of the unusual association with preaxial polydactyly, absent tibia, and macrophallus is discussed. 
